SUMMARY A second family with the autosomal recessive disorder now referred to as the limb/pelvis-hypoplasia/aplasia syndrome is reported. It is speculated that the gene for this rare skeletal dysplasia may be confined to the Middle East gene pool. The disorder has been shown to be diagnosable prenatally in a pregnancy at risk by using ultrasonography.
In 1985, Al-Awadi et all first briefly reported on two Arab sibs of consanguineous parents with a newly recognised skeletal dysplasia disorder, consisting of profound limb deficiency, thoracic dystrophy, unusual facies, and normal intelligence.
The purpose of this report is to describe and to discuss in detail a second affected consanguineous family with three affected offspring (the proband *and the two aborted fetuses) with this disorder, which we now call the limb/pelvis-hypoplasia/aplasia syndrome. Our reasons for renaming this condition will be discussed.
Case reports
The proband (fig 1) was a 3*17 kg male, born by spontaneous vaginal delivery after an uneventful pregnancy. There was no history of teratogenic exposure or drug ingestion during the pregnancy. Serology for intrauterine infection was negative and a thrombocyte count of the baby was normal.
At birth (29 April 1982) the proband presented with severe upper and lower limb malformations. One month after birth, the parents and their affected child were referred to our genetic counselling clinic for evaluation. Physical examination at that time showed a male infant with markedly deformed extremities. The upper extremities showed severe shortening of the forearms. There were only three abnormally shaped digits on each hand. The lower extremities showed severe phocomelic changes with absence of the feet. The external genitalia were displaced upwards. The penis appeared normal, but the scrotum was hypoplastic with bilateral cryptorchidism (fig 2) . No other physical findings were noted. No definite diagnosis was made at that time but the parents were advised that, because of their consanguinity, they might be at risk for having similarly affected children. Furthermore, because of the severity of the malformations, it was suggested that all future pregnancies should be monitored by means of ultrasound, as there was a good chance Io) Dermatoglyphic findings showed marked distortion of the digital and palmar prints, since only three digits were present on both hands. The left palm had only an axial triradius and one palmar crease was present. On the right palm there was one common triradius for digits II and III. No other triradii were present. On both palms there were many fine, small creases with no specific shape or direction. The left hand had a whorl on digit I, a radial loop on digit II, and an arch on digit III. The right hand had three Two other affected pregnancies Within a period of three years, the proband's mother became pregnant twice. Prenatal diagnosis using ultrasound showed that both of these pregnancies were affected with the same skeletal disorder as the proband had. A more detailed description of each of these pregnancies and the associated fetal malformations are given below.
The third pregnancy was uneventful until the 12th week when an ultrasound examination showed findings strongly suggestive of limb malformations. Two weeks later, ultrasonographic findings confirmed the presence of a normal length humerus with a short, single forearm bone ending in a malformed hypoplastic hand. There were abnormal lower limbs formed by one shortened, malformed bone that was thought to be an abnormal femur (fig 6) . The pregnancy was terminated at the request of the parents. At necropsy, a female fetus showed severe upper and lower limb malformations similar to those noted in the proband. The right hand consisted of two abnormally shaped fingers and a hypoplastic thumb, while on the left hand there was also a hypoplastic thumb and a single malformed digit. Stick-like appendages extended from the pelvic region ending in poorly defined, hypoplastic feet. The external genitalia appeared hypoplastic. There was a large, soft mass extending from the occipital region of the head to the posterior neck (fig 7) . The abnormal skeletal findings on x ray examination are shown in fig 8 and listed in table 2 .
The fourth pregnancy was uneventful until the 15th week when ultrasonography detected oligohydramnios and upper and lower limb malformations |I_ > t . -t * + h ;S ; wi E f . , ; N l l * s -r . 
